ulnar ray defects and genital abnormalities, citing a personal communication from A Schinzel (1973) Diagnosis humeri, scapulae, clavicles, and pectoralis major muscles may be hypoplastic. Out of 12 patients, one had subglottic stenosis and two had pyloric stenosis, anal atresia/stenosis, imperforate hymen, kidney malformations, inguinal hernias, and hypodontia. Congenital heart defects not investigated in detail were present in another two members of one family.
Inheritance and aetiological factors
The ulnar-mammary syndrome is caused by an autosomal dominant pleiotropic gene. Since expression of the ulnar ray defects may be very mild, and hypoplasia of the apocrine glands may remain unnoticed, it is possible that this mutation is present in some families with 'aplasia of the breasts'.1' The gene action is still unknown, the gene is unmapped, and no defect in endocrine metabolism is known so far.
The diagnosis of the ulnar-mammary syndrome should be considered in any patient with ulnar ray defects plus other congenital anomalies and normal intelligence. Anomalies of the apocrine glands and mammary glands may remain unrecognised before (and in males even after) puberty, and external genitalia and puberty are normal in females. Autosomal dominant inheritance confirms the diagnosis, and on thorough clinical examination of further family members additional carriers of the gene with mild expression may be detected.
